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The Paradigm Shift – Genetic Testing to 
Genomic Testing
Clinical NGS Genetic Testing Pipeline
Needle in Haystack – Variant Identification 
and Annotation
Human Genome Variation Society, HGVS, Standards (2000, updated 2016)
Variant Classification
Performance Evaluation of 
Variant Annotation at Lurie
Variant Annotation and Interpretation: 
Ground Truth Set
Variant Annotation Profiles of 
Alamut Batch and VEP
VEP – More Accurate and Concordant 
than Alamut Batch
Variant Annotation Tools and 
Updated Transcripts
ANNOVAR and VEP – 86.5% concordance – McCarthy et al. 2014
SnpEff and VEP - 92.6% concordance - Yen et al. 2017
This study – First time evaluation of Alamut Batch and VEP – 98.9% concordance
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